A mildly affected Maroteaux-Lamy patient is described. Electrophoretic separation of acid mucopolysaccharides (MPS) in the urine showed an
In the mild form, the patients have only mild stiffness of the hands and, apart from short stature, they are without severe skeletal deformities and are, owing to normal intelligence, able to maintain normal life. Bilateral 'Legg-Perthes disease' is seen in childhood and corneal clouding is found in the twenties. The murmur of aortic stenosis can be found in childhood. In both the severe and the mild forms of the disease, mucopolysacchariduria (mainly dermatan sulphate) is found.6 9 Two clinically mild patients have been reported with dermatan sulphaturia accompanied by normal MPS excretion. '°The residual activity of arylsulphatase B is not correlated with the phenotypic presentation. 6 In this paper we report a patient with mild Maroteaux-Lamy disease with dermatan sulphaturia combined with normal total excretion of mucopolysaccharides.
Case report
The proband was a 33 year old male, the first born of three sibs, to non-consanguineous, healthy parents. The two male sibs are normal. At the age of 6 years he was examined in a department of orthopaedic surgery because of pain in both hips and a limping gait. Decreased movements in both hip joints and a slightly increased thoracic kyphosis were found. X rays of both hips showed significant changes both in the femoral heads and in the acetabula. No diagnosis was achieved and no treatment was given, but the patient was advised to avoid heavy work. He completed high school and college with no major problems and was trained as an engineer.
Six years ago the patient was admitted to the department of orthopaedic surgery, Aalborg Hospital with pain in both hips. On examination we found changes in his thoracic spine and in the hips, as mentioned above. X rays showed hip dysplasia on both sides, but no other bone or joint abnormalities were seen. His height was 160 cm and weight 57 kg. Cardiological and ophthalmological examinations were normal. Histopathology of a skin biopsy was normal. Urine was analysed for MPS and lysosomal enzyme activities were determined. The patients who were subjected to the whole series of cDNA detection are presented.
